SUMMARY A level II ultrasound examination revealed a scrotum and penis in a fetus with a 46,X,+mar chromosome complement. The marker was subsequently considered to be a del(Y)(qll). A phenotypically normal male infant was born. Detailed ultrasound examination of similar cases for visualisation of the genitalia is recommended.
Case report A 38 year old woman was referred for prenatal chromosome analysis because of advanced maternal age. The patient had had two previous pregnancies resulting in a miscarriage at nine weeks and a stillbirth at 28 weeks' gestation. The stillborn male had a normal karyotype (as determined from amniotic fluid cells), no obvious birth defects, and his death resulted from acute placental abruption. The family history was unremarkable.
Two culture flasks were initiated from the amniotic cells. A total of 36 metaphases was examined from the two flasks. All metaphases had a 46,X,+mar complement by GTG banding (fig 1) . QFQ banding and NOR staining failed to help in determining the origin of the marker. Parental karyotypes were normal, and the father's Y chromosome was normal in size and appearance (fig 1) . A level II sonographic examination was performed on the patient at 20 weeks' gestation because of the unusual cytogenetic findings. All measurements were found to be compatible with normal fetal growth. An attempt to identify the fetal sex at this time was inconclusive, although there was some suggestion that the genitalia were male.
The parents were anxious to have a child and decided to continue the pregnancy since no abnormalities were observed. Another ultrasound scan was to be performed at approximately 23 weeks' gestation. The scan at this time allowed definitive visualisation of a scrotum and penis (fig 2) .
The parents were told that we now believed the marker was most likely to have been derived from a Y chromosome. 
